We report a patient with median cleft of the upper lip, cutaneous facial polyps, and lipoma of the corpus callosum who represents a further case of Pai syndrome. The father of the patient showed coloboma of the right iris and shared some facial dysmorphism with his son, thus raising the question of autosomal dominant inheritance.
midline lipomas of the central nervous system are part of the syndrome, which have been detected in one patient only. 4 This patient is the second who shares identical features with the patient described by Pai et al. 4 His family history may contribute further to the understanding of the underlying pathogenesis of Pai syndrome.
Case report
The proband was the first son of an unrelated couple born after an uneventful pregnancy (weight 3390 g, length 51 cm, head circumference 36 cm). At birth pedunculated cutaneous masses were noticed extending from the left nostril and the nasal bridge (fig 1) . Additional skin tags containing cartilage tissue were seen on his broad forehead. His eyes were widely spaced with downward slanting palpebral fissures. Because of a median cleft lip and the facial dysmorphism, a malformation syndrome was suspected. Cranial ultrasound and a CT scan of the head showed a lipoma of the corpus callosum and an abnormal configuration of the third ventricle. The median cleft lip was associated with a bifid uvula and a high palate. Other investigations including chromosome analysis showed normal results.
The polyps were surgically removed at the age of 10 days and a follow up examination at the age of 1 year showed normal psychomotor development.
The 31 year old father showed some similarities in facial appearance to his son (fig 2) , The prognosis of Pai syndrome after surgical repair is satisfactory and mental impairment is not a feature of the syndrome. The only patient with central nervous system lipoma4 was 7 years old when last examined and showed no abnormalities. (G S Pai, personal communication).
We conclude that a common genetic defect in mesodermal differentiation might be responsible for the combination of coloboma and Pai syndrome in the family described here.
